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Koa Tecrta Ha3BaHue TecTta EavHuua PedhepeHTHbIe 3HaYeHus Pe3ynbTar Tecta
U3M
HRRNGS = MonekynsipHo-reHeTU4eckoe uccnegoeanue reHoe HRR (BRCA1/2, ATM, PALB2,CHEK2) ana

ANarHoCTUKM HacneaAcTBEHHbIX onyxoneBbix 3abonesaHuin metogom NGS

[eHeTnyeckoe 3aknoyeHme

O6HapyxeHue BapuaHTOB B
reHe ATM (66 aKk30HOB) -
OMIM 607585

O6HapyxeHue BapuaHTOB B
reHe BRCA1 (22 ak30Ha) -
OMIM 113705

O6HapyxeHue BapuaHTOB B
reHe BRCA2 (26 ak30HOB) -
OMIM 600185

O6HapyxeHue BapuaHTOB B
reHe CHEK2 (15 ak30HOB) -
OMIM 604373

O6HapyxeHue BapuaHTOB B
reHe PALB2 (13 ak30HOB) -
OMIM 610355

[MaToreHHbIX BapuaHToB,
YCNOBHO NaToreHHbIX
BapuaHToB B reHax BRCA1/2,
ATM, PALB2,CHEK2
o6HapyxeHo He 6bino

He oBHapyxeHo naTtoreHHbIX
N YCNOBHO NaTOreHHbIX
BapuaHToB B reHe ATM (66
3K30HOB)

He oBHapyxeHo naTtoreHHbIX
N YCNOBHO NaTOreHHbIX
BapuaHToB B reHe BRCA1
(22 ak3oHa)

He oBHapyeHo naTtoreHHbIX
N YCNOBHO NaTOreHHbIX
BapuaHToB B reHe BRCA2
(26 2x30HOB)

He oBHapyeHo naTtoreHHbIX
N YCNOBHO NaTOreHHbIX
BapuaHToB B reHe CHEK2 (15
3K30HOB)

He oBHapyeHo naTtoreHHbIX
N YCNOBHO NaTOreHHbIX
BapuaHToB B reHe PALB2 (13
3K30HOB)

MaToreHHbIX BapuaHTOB,
YCMNOBHO NaTOreHHbIX
BapWaHTOB B reHax
BRCA1/2, ATM,
PALB2,CHEK2
obHapyxeHo He 6bIno

He oBHapyxeHo
naToreHHbIX U YCNOBHO
naToreHHbIX BapuaHToB,
a TaKKe BapuaHToB
HeonpeaeneHoro
3HayeHus B reHe ATM (66
3K30HOB)

He oBHapyxeHo
naToreHHbIX U YCNOBHO
naToreHHbIX BapuaHToB
B reHe BRCA1 (22
9K30Ha)

He oBHapyxeHo
naToreHHbIX U YCNOBHO
naToreHHbIX BapuaHToB
B reHe BRCA2 (26
3K30HOB)

He oBHapyxeHo
naToreHHbIX U YCNOBHO
naToreHHbIX BapuaHToB B
reHe CHEK2 (15
3K30HOB)

He oBHapyxeHo
naToreHHbIX U YCNOBHO
naToreHHbIX BapuaHToB
B reHe PALB2 (13
3K30HOB)

Y nayueHTa 6bin NpoBeeH NOUCK NaToreHHbIX U YCNOBHO NaToreHHbIX BapuaHToB B reHax BRCA1/2, ATM, PALB2,CHEK?2,
npegpacnonaramlmx K pasBuUTUS HacneAcTBEHHOroO paka MOSIOMHOW JKenesbl, paka SAWYHUKOB, paka MnoaXenyao4Hou
Xenesbl, paka xenyaka v paka npeacratenbHon xenesbl. [TaToreHHbIX U YCNoBHO NaToreHHbIX BapuaHToB obHapyXeHo He
6bino. OTpuuaTenbHbll  pe3ynbTaT [aHHOMO WUCCNeoBaHUA He WCKMYyaeT Yy nauueHTa YNoMSAHYTbIX Bbllle
310Ka4eCcTBEHHbIX 06pa3oBaHuii.



Texnuueckoe 3axnioueHue
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HCCIICJOBAHUS:

Jlnarsoctuueckoe NGS

Hcenenyemsie | pp cA1/2, ATM, PALB2.CHEK2

I'CHBI

PedepencHiill | p ch37 / hgl9

I'CHOM!

BRCAI NC_000017.11
Pedepencsii | BRCA2 NC_000013.11
b s ATM NC_000011.10

PALB2 NC 000016.10
CHEK2 NC_000022.11

Cpennee 154
MOKpBITHE:




Haﬁ}leﬂﬂble I[IaTOrCHHbIC BapHaHThI:

Fen Ilosio:xenne T S [losi0:xeHue B 3amena Yacrora dbSNP Moxphrrae Tun
B reHOMe kJIHK AMHHOKHCJIOTHI ajean® HACJIeIOBAHHS
BRCAI - - - = - - - - -
BRCA2 = = = a _ u » a =
ATM = & = & = 2 = a =
PALB2 - - = - - - - - -
CHEK2 s = = a a < = a =
*YacToTbl anneneit npuseaeHsl no 6ase Exome Aggregation Consortium (Bbi6opka 4o 60702 yenoBek). H/4, = HET AaHHbIX (He onucaH)
HaﬁﬂeHHble BEPOSITHO IMAaTOICHHbIC BapUaHTLI:
Cen Ionoxenne P i Ilonoxenune B 3amena Yacrora dbSNP MoxpbiTae Tun
B reHOMeE k/IHK AMHHOKHCJIOTHI ajuens® HACJIeI0BAHHUSA
BRCAI - - - - - - - N -
BRCA2 a & - = = & . - »
ATM = = = = o % < & =
PALB2 - N - - - - - - -
CHEK2 = = - - < & < = <
*YacToTbl anneneit npuseaeHbl no 6asze Exome Aggregation Consortium (Bbi6opka 4o 60702 yenoBek). H/4, = HET AaHHbIX (He onucaH)
HaiinenHble BapuaHTBI HEOlpeIeICHHOTO 3HaYCHHUSI:
Teii Ilonoxenune T eidsiii . Ilonoxenune B 3amena Yacrora dbSNP MokphiTae Tun
B reHOMe k/IHK AMHHOKHCJIOTHI ajLens® HACJIeI0OBAHHSA
BRCAI - - - - - - - - -
BRCA2 = % - & - = - = =

ATM




PALB2 - - - - - - - . =

CHEK2 - - - - - - - - -

*YacToTbl anneneit npuseaeHbl no 6ase Exome Aggregation Consortium (Bbibopka 4o 60702 yenoBek). H/4, = HET AaHHbIX (He ONUCcaH)

Anamn3 JIHK nanuenra nposejieH Ha cekBeHaTrope HoBoro rnokoieHust (MiSeq, Illumina) merosom napHo-koHueBoro urenust (2x151 m.H.) co cpeaHum
nokpeitieM He MeHee 70—100x. st mpoGonoaroToBky Obula KCIIONB30BaHA MeTOAMKa TapreTHoro oboramenus resos BRCA1/2, ATM, PALB2,CHEK2. [{ns
Ha3BaHMs BBIABIICHHBIX BapHaHTOB MCIIONb30Balack HoMeHKiatypa coobmectBa HGVS [1]. KauecTBo mnoiydeHHBIX NpOYTEHUI OLEHHBAIOCH C IOMOLIBIO
FastQC™. Beuto npoBesieHo BbipaBHHBaHHe Ha ped)epeHCHYIO IOC/IeI0BaTeIbHOCTh reHoMa YenoBeka Bepcin GRCh38 ¢ momousio BWAP! nocrne uero Guum
ucronb3oBanbl MHCTpyMeHThI GATK 4.1.5.01 11 MapkupoBKM JyIUIMKaTOB, COPTHPOBKH M peKanMGpOBKH 6a30Boii OlEHKH KauecTBa. OGHapykeHHe
MOHOHYKJICOTHIHBIX BADHAHTOB, KOPOTKHX BCTAaBOK H JIe/ICIMii GBLIO BBITNIOJHEHO ¢ HCIOJIb30BaHHeM anroputMa DeepVariant™. Ddd)ekThl HallIeHHBIX BapHAHTOB
onpeiensuuch npu nomomu Ensembl Variant Effect Predictor® u ANNOVAR!! ¢ ucnons3oBannem aHHOTaIMii 0 BceM H3BECTHBIM TPAHCKPHIITAM KaXJIOrO I'eHa
u3 Gasel RefSeq™ ¢ npumenenmem psima Merono mpenckasanus natorensoctH 3ameH (PolyPhen-2P), SIFT!'L MutationTaster2!"!), MutationAssessor''?),
PROVEAN"! i 1p.), a Takke MeTOI0B OLEHKH 3BOMOIHOHHOM KoHcepBatuBHOCTH (PhyloP!"*)| PhastCons!"™). Jlns oleHKH MONY/ISIHOHHBIX YaCTOT BBISBICHHBIX
BapHaHTOB HCIIOJB30BaHBI BhIGOpKH mpoekToB «1000 reromo»!'®, ESP6500!"” n Genome Aggregation Database'™. Jns omeHkn KiMHHUeCKOH peleBaHTHOCTH
BBISBJICHHBIX BApHaHTOB HCIIONb30BaHbl 6a3a nanubix OMIM!'?), cnenmanusuposannbie 6asbl JaHHBIX M IMTepaTypHbIC JaHHbIC. B 3aKTI0UeHHE BKIIOYEHB! TOJIBKO
BapHaHThI, HMEIOLINE BO3MOXKHOE OTHOILICHHE K KIIMHHYECKHM INPOSBICHUSAM Yy NalueHTa. MeTo/ He 103BoJIsSeT BhISBJIATh HHCEPLHU U JieJieluH JIHHOH Gonee 10
ILH., MyTallid B WHTPOHHBIX OONAacTAX (32 MCK/IIOYEHHEM KaHOHHYECKHX CalTOB cIulaiicuHra +/-10 HykJIeoTHIOB), BapHallMH JUIMHBI IOBTOPOB (B TOM 4YHCIe
SKCIIAaHCHU TPHIUIETOB), a TaKKe MYTallMid B IeHaX, Y KOTOPbIX B I'eHOME CyIecTBYeT OJIM3KMH IO IOC/IeIoBaTeIbHOCTH Iapayor (mcesioreH). Merox He
npeJHa3Ha4YeH JUlsl ONpe/ie/ICHHs LHC-, TPAHCIIONOKEHHUS T1ap FeTepO3UTOTHBIX MYyTallMi, a TaKKe JUIs OLEHKH YPOBHS METHIHPOBAHHUSA, BBISBICHUS XPOMOCOMHBIX
HepecTpoekK, MOJIUILIOH/IHH, BHISBIICHHS MyTallii B COCTOSIHUM MO3aHLIU3Ma.
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